This report describes a boy with Rothmund-
mund' in 1868 and later by Thomson2 3 in 1923 and 1936 . It is a rare autosomal recessive disorder with major manifestations involving skin, eye, and skeletal systems. Characteristic skin changes are generally evident between 3 and 6 months of age when erythematous plaques develop on the face, gradually extending onto the dorsum of the hands and extensor surfaces of the legs and thighs. 4 Eventually the skin lesions progress to dermal atrophy, telangiectasia, depigmentation, and hyperpigmentation. About half of the reported cases have ocular lesions, most commonly juvenile zonular cataract, and occasionally corneal dystrophy.5 Skeletal involvement includes hypoplasia or absence of the radii and thumbs, osteopenia, and cystic or sclerotic changes of the long bones.
Chromosome analysis has been pursued in a number of cases of Rothmund Rothmund- Thomson syndrome, therefore, is sometimes difficult to distinguish from other skin lesions. In a summary of the findings in this syndrome, Hall et a18 described a case with the absence of both thumbs and hypoplastic radii as seen in our patient. According to the authors, this defect has been observed in 5% of cases with this syndrome.
It is of interest that another syndrome with poikiloderma, focal dermal hypoplasia, or Goltz syndrome, shows markedly delayed or even absent growth of skin fibroblasts from biopsy of the skin lesions.9 The failure of our patient's skin cultures to grow may reflect the same phenomenon. However, it was fortunate that the biopsy fibroblasts from healthy skin did grow. The cytogenetic findings from these cells were informative, confirming an abnormality involving chromosome 8. The presence of isochromo-some (8q) in skin fibroblasts suggests that there were pre-existing trisomy 8 cells in addition to the normal cell line. The additional chromosome 8 gave rise to the iso(8q) clone, which constituted the majority (80%) of the skin fibroblast cell population sampled. A minor abnormal clone was identified to be 47,XY,+2, which subsequently gave rise to iso(2q) and iso(2q)/iso(2p) sub-cell lines. A unique feature of the mechanism involved in the various structural arrangements as identified was that they were all derived via centromere misdivision or breakage. 
